Summary: We report two opposite-sex siblings with the severe infantile form of nemaline myopathy; diagnoses were made on muscle biopsy. Neither parent showed clinical or electromyographic evidence of myopathy, and both had negative muscle biopsies. Autosomal recessive inheritance seems likely.
Introduction
Two forms of nemaline myopathy have Cranial nerves were normal, although swallowing was weak, and gag reflex diminished. The rest of the examination was normal.
She smiled at 7 weeks of age, but motor milestones were markedly delayed. At the age of 4 months she contracted a right lower lobe pneumonia, and died after 6 days despite physiotherapy, oxygen, and antibiotics.
Investigations included normal full blood count, serum chemistry, immunoglobulins, and thyroid studies. Aldolase, creatine kinase, and ammonia and amino acids in blood and urine were likewise normal. Barium swallow showed severe gastrooesophageal reflux, and chest X-ray revealed right lower lobe consolidation.
At post-mortem, bilateral bronchopneumonia was present. The brain showed mild hypoxic changes. The rest of the examination was normal apart from the muscle changes. Gomori trichrome stain of skeletal muscle showed red rod-like bodies within the cytoplasm ( Figure 1) ; electron microscopy confirmed them to be nemaline rods, with an electron-dense central zone surrounded by filaments. Case 2 JT-during this pregnancy, the mother had noted poor fetal movements, but prenatal ultrasound had revealed no abnormality. Birth was by elective Caesarian section. Apgar scores were 1/10 and 8/10 at 1 and 5 minutes respectively. Early neonatal course was complicated by episodic cyanosis after feeding. Autosomal dominant inheritance has been documented in a number of families.3 That an autosomal recessive form of the disease might also exist has been suggested by some authors,4-6 and supported by the finding of at least 4 affected individuals with consanguineous parents.7 However, Kondo and 
